Spondyloepimetaphyseal dysplasia with joint laxity (SEMDJL) in three neonates.
Spondyloepimetaphyseal dysplasia with joint laxity (SEMDJL) is a rare, recessive skeletal dysplasia previously reported almost exclusively in Afrikaans speaking South Africans. The condition has been well documented in infants and children. We report on three neonates with SEMDJL, whose presentation highlighted the difficulties inherent in the clinical diagnosis of this condition. SEMDJL may be more widespread than previously considered, as evidenced by the recent documentation of a Guatemalan child with the condition.